. Output of the web-based application gene.iobio 3.0.5. for the p.R1004Efs*21 frameshift variant in the ASXL3 gene found in the proband. The ranked variants for the ASXL3 gene are presented in the first panel on the left side, and the flagged frameshift variant p.R1004Efs*21 is marked by the blue frame. On the right, the description of the variant, according to the nomenclature and its impact and frequency in databases, is presented. Below these two panels, the pathogenic/likely pathogenic variants of the ASXL3 gene mentioned in ClinVar are presented. On the bottom, the ASXL3 gene variants identified in the proband are presented, and the pathogenic frameshift variant p.R1004Efs*21 is indicated by the blue circle. The remaining ASXL3 gene variants are classified as benign and likely benign. ASXL3, additional sex-combs like 3.
